Alström syndrome is a rare ciliopathy affecting about 1 in 1,000,000 individuals. It is characterized by cone-rod dystrophy, insulin resistance, diabetes mellitus, cardiomyopathy, renal & hepatic dysfunction, hearing loss, advanced bone age & hypogonadism. Here, we report a case of insulin resistance which eventually got diagnosed as Alström syndrome.
Introduction
Alström syndrome, first described in 1959, is a rare progressive autosomal recessive genetic disorder, which affects multiple systems manifesting as rod-cone dystrophy, hearing loss, diabetes mellitus due to insulin resistance, cardiomyopathy & sensory neural hearing loss. It is due to mutations in ALMS1 gene (2p13) [1] . The prevalence is less than 1:1,00,000 [2] & about 700 cases have been reported so far in world [3] . Rodcone dystrophy is 100% [3] & is seen from infancy.
Other features are obesity (birth-age 5), short stature (puberty-adult), insulin resistance/type 2 diabetes mellitus (4-30 years), hypogonadotropic hypogonadism (1-3 years), urologic disease (adolescent-adult), progressive sensoryneural hearing loss (2-25 years), hepatic & renal dysfunction (adolescent-adult), dilated cardiomyopathy (2 week-4 month), developmental delay (birth-adolescent) [3, 4] . Supportive findings can be recurrent pulmonary infections, normal digits, hyperlipidemia, scoliosis, flat feet, hypothyroidism, hypertension, urinary dysfunction, growth hormone deficiency, & alopecia [1] . [6] . Marshall et al (2007) reported mutations in exons 16,10,8,12 & 18 in 79 patients [1] . Hearn et al detected 6 different mutations in 7 families to confirm that ALMS1 gene is responsible for Alstrom syndrome [7] .
Case Report
Our case is an 11 year old Indian male, who has gradual darkening & thickening of skin at nape of neck, axilla & groin since last 7 years. His past history is told by her mother. His parents' marriage is non consanguineous. He was born as a normal vaginal delivery with immediate cry at birth. He has been unable to fixate on objects and his eyes are constantly moving to & fro since the age of 6 months. He has gradually decreasing visual acuity since that time which started first as day blindness. He is also suffering from deafness since early childhood. He started walking at an age of 3 years which signify a developmental delay & has suffered many episodes of pneumonia as told by her mother. He doesn't go to school because of his impaired vision & hearing. He has been taking some local medications for his skin darkening since 7 years on & off without any relief. His parents brought him to our hospital because one of his routine reports revealed a high random blood sugar of >400 mg/dL. His other 2 siblings are absolutely normal. No family history of diabetes mellitus, any chronic illness or similar illness. General physical examination of patient revealed search nystagmus in bilateral eyes with patient not being able to fixate; inability to hear commands; normal dental examination; dark pigmentation at nape of neck, axilla & groin suggestive of Acanthosis Nigricans; gynaecomastia; normal knuckle &hand crease pigmentation without any syn-or clyno-or poly-dactly; no abnormality in [4] . Management is multidisciplinary with focus on management of diabetes mellitus, secondary complications, & vocational training. Also advise for prenatal testing.
Conclusion
Alström syndrome should always be considered in differential diagnosis of young child presenting with diabetes mellitus secondary to insulin resistance with a focus on other co-morbidities. This syndrome shares its features with a more common metabolic syndrome. In coming years, more such diagnosis will unfold the genetic basis of Diabetes & help in further management.
